A patient with a syndrome consisting of blepharophimosis, simple ears, hypoplastic teeth, developmental delay, and hypotonia is described. Previous case reports are reviewed and a differential diagnosis is described. Many of the features in the subject are similar to those described in two previous reports and they constitute a distinct syndrome.
Previous reports by Ohdo et all and Say and Barber2
have documented the existence of a syndrome which includes dysmorphic facial features (most prominently blepharophimosis), mental retardation, and limb anomalies. An additional patient is described and a review of the differential diagnosis of blepharophimosis and mental retardation follows.
Case report
The patient was 4 years old when admitted with a diagnosis of periorbital cellulitis. He was the first born of a 30 year old gravida 2 para 2 woman and a 32 year old father. The pregnancy was complicated by polyhydramnios and anaemia of unknown aetiology. His birth weight was 3350 g. At birth he was noted to have dysmorphic facial features, hypotonia, cryptorchidism, and limb anomalies. He required assisted ventilation for four days and was discharged from the nursery at 1 week of age. He was described as sucking poorly. Developmental delay was noted during the first year of life. At 26 months of age the patient had a febrile convulsion. A cranial CT scan and an EEG were normal. At 27 months of age he had an unsuccessful orchidopexy. A recent developmental assessment assigned an IQ of 54 to 56.
He has a healthy, younger half sib and no other members of the family are known to be affected with a similar disorder. Both parents suffer from autoimmune disorders; his mother has hypothyroidism, erythema nodosum, and a positive antinuclear antibody (ANA) On physical examination his weight was 16-6 kg (-50th centile), his head circumference was 51-7 cm (50th to 75th centile), and his height was estimated to be 103 cm (-50th centile). He had marked blepharophimosis (palpebral fissures 2 1 cm) with telecanthus (inner canthal distance 4-2 cm) (figure). Bilateral optic atrophy was present and was more severe on the left. Other facial features included a broad and flat nasal bridge, a simple philtrum, and a thin vermilion. His ears were short (4 5 cm), the canals were stenotic, and the helices were simple. Micrognathia and a high arched palate were present. His teeth were conical in shape and small. He had a mild thoracic kyphoscoliosis. No heart murmur was noted. His scrotum was hypoplastic and the testes could not be palpated. The fingers appeared slender and the fifth was short and incurved. The metacarpophalangeal joints had decreased mobility and the wiists and elbows had increased mobility. The second and fourth toes overlapped the third and the ankles had decreased mobility. Flexion contractures of the knees and hips were also present. Two 5 mm cafe au lait spots and one hypopigmented patch were noted on the trunk. Facialfeatures 
